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ASHG REPORT
Statement on Informed Consent for Genetic Research

The American Society of Human Genetics

This is the final and official statement of the Board of Directors of the American Society of Human Genetics.
The Board thanks the members of the Rapid Action Task Force on Informed Consent for Genetic Research
for their work on this topic. The statement differs {rom the proposal submitted to the Board by the T a~k
Force and does not necessarily reflect the views of its members.

The American Society of Human Genetics is commicred surrounding the use of previously colleCted biological
to protecting the rights and welfare of those who partici- samples, investigators are encouraged to develop proce-
pate in genetic research as subjeCts. Advances in genetic dures for obtaining informed consent when prospec'-
research now make it possible to perform genetic analy- tively collecting specimens for genetic research purposes.
ses on a wide array of biological materials. Because of The implications of genetic information are complex
these advances, there is a need to update considerations for the individual, his or her family members, clinicians,
of informed consent. Several groups have recently devel- and the researcher. Therefore, ir is strongly recom-
oped statements concerning some aspects of these issues mended thar research results only be transmicred to sub-
(Clayton et al. 1995; Grody 1995; ACMG Srorage of jects by persons able ro provide genetic counseliI.lg. Be-
Genetics Materials Commicree 1995). In dealing with cause of the sensitive natUre of genetic information, even
the issues specified below, researchers should try ro keep those institUtions nor covered by federal regulations
the consent form as clear and brief as possible, given should develop a prOCess for human st:!bjects review.
the number of issues th",-t must be addressed. The recommendations in this document apply rq any

specimen or sample that is used in genetic research. -
General Considerations

The ethics of biomedical research evolve as relevant Research Using Prospectively Collected Sampl~
science progresses. Practices that a:e acceprable for the In -genetic StUdies that are designed ro colleCt new
StaLe of. the rese.arch. art at one nIne may. need to be biological samples from individuals, the investigators
refined ill n,ew SI~atlO~. ~ h~n. genencs :eseax:c~ generally have the opportUnity to communicare \,-::ithpo-
the speed WIth which basIC illv.esngano~s can. ytdd cliru- tential subjectS in advance and involve them in the re-

cally signifi~t findings reqUIres c~nslderanon of new search by obtaining.their informed consent (fig. 1, table
ways to achieve the goals.of- ~~~~~ ~~owlced~~, ~~ 1). This should be encouraged, except for the prospec-
at the saDie rime, respeCtIng tEe mLeresrs of iliose wno rive stUdies in which samples are collected anonymously,
volunteer themsdves to be subjects. In this statement, or have been "anonymized." ,
the Society affirms traditional research praCtices in hu- StUdies that maintain identified or identifiable ~peci-
man genencs and recommends new ones that it believes mens must maintai~'subjecis' confidentiality. Intorma'-
can provide direction for ongoing developmentS. -tion from these samples should not be provided to iny-

Because of a variet'( of important and complex ISSUes one other than the subjects and persons designated b!

-; the subjects in writing. To ensure maximum privacy, Ir

-is strongly recommended thaL invesrigators apply to theAddress for corresponden= Dr. Charles J. EpsreIn, Deparnnenr D f Health and Human Services for a Cer-
of Pediatrics, University of California., U585L, 533 PamassllS, San ifiepartm fenCt 0

fid -
Ii (E I d St 0 g 1995). In- Francisco, CA.- 94143-0748. t Cate 0 on entIa. ry ar y an -r n -

Address for reprinrs: Elaine Srrass, American Sociery of Hu- vestigators should indicate to the subject that they can-
man Generics, -9650 Rockville Pike, Bahesda., MD 20814. E-mail: not guarantee absolute confidentiality. .'
sociery@generics.faseb.org ..1 -.Research results or samples should not be gIven to
/C} 1996 by The AmoriC3n Society ot Human Gcnencs. All nghr5 reserved.
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Figure J Flow diagram of types of biological samples used in gencric rescarch. by type of StUdy design and levd of anonymity. Prospecrivc.

r=h StUdies are those in which the coll=:ion of the new samples is part of d1e StUdy design. Rettospecrive research smdies utilize previously

obtained =ples coll=d for a purpose that is different from that of the projeCt under smdy. Anonymous biological materials were originally

colleCted without identifiers and are impossible to link to their sources. Anonymized biological materials were initially identified but have been

irreversibly stripped of all identifiers and are impossible to link to their sources. This process does not preclude linkage with clinical, pathological,

and demographic information before the subject identifiers are removed. Caution must be exercised so that the amount and type of linked

information does not invalidate anonymity. Identifiable biological ~terials are unidentified for research purposes, bur can be linked to theiJ:

sources through d1e Use of a code. Decoding can be done only by the investigator or another m=ber of the research t= Identified biologiCal

materials are those to which identifiers, such as a name, patient number, or clear pedigree location, are a=ched and made available to

"rescarchers.

wit:h61.i~ the explicit, written pennission of the subject, limitarions, possible ou~comes, and means of comm1:.nicat-

except imder eXtraordinary circumstances (NAS/IOM ing resultS and maintaining confidentiality. They should

1994; President's Commissioil 1983). Within the limitS be informed of what information may reasonably be ex-

-of the law, me results must not be shared with employ- pected to result from the genetic study. Importantly, sub-

ers, insurance companies, or other parties without the jecrs should also understand that unexpected findings, in-

written permission of rhe subject. cluding idencification of medical risk, carrier Status, or risk

to offspring affeCted by generic disease, may arjse.

Consent Disclosures During the course of molecular generic diagnosis, the

results may mdicate that the child is not the offspring

Subjects providing consen~ to pro~ve StUdies should of one or both the presumed parents. The invesrigator

be told a~ut me types of .informanon ~t could r~ult ther'efore should consider including in the consent form

.tr°m g~etlC research. SubJ~ m~t.be given ~Cl.ent a statement that misidentified parentage will ilotbe dis-

~ormanon to und~d the-ImpliClnons and the limita- closed. Another example of unforeseen outcome is ge-

nons of research.. IndiVIduals should be told the purpose, netic heterogeneity in which disorders which were ini-

rialiy mought to be due to defects in a single allele or

locus are associated with new ones. -

Table 1 Addi~ional risks that should be disclosed to subjeCtS

of certain uenetic research studies include the possibil-
Suggested Guidelines on the Need to Obtain Infonned Consent .'" . d ..f. G t ., R -L B T f Stud D . d l I l ty of adverse P s y choiouTcal sequelae, IsruptlOn 0
In ene IC esea"L~, y ype 0 y e5lgn an eve .' 0- ..., ,

of Anonymity i famIly dynaIDlcs, and social sngmanza~lon.and ~lS-

crimination. All genetic research studies mvolvrng

STUDY DESIGN identified or identifiable samples in which disclosure

-.of results is planned should have medical geneticists
LEVEL OF ANoNYMITY RetrospeCtIve ProspeCtIve . I .

1 d h hand/or genetIc counse ors mvo ve to ensure t at t e

Anonymous Not applicable No results are c~mmunicated to the subjects acc~rately

Anonymized No No and approprlately. The consent form should not

Identifiable Usually yes (except if a Yes' promise significant breakthroughs in diagnosis, ireat-

waiver is-granted) men~ or outcome to entice participation. Also, careful

Identified Yes J Yes . b II .. 1 d .. esearch
attennon y a parnes rnvo ve In genetIc r

...,.,
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should be given to avoiding actions mat could be coer- sent. This will also reduce me chance of inrroducinc bias

cive to potential subjeCts. due to inabilirf to recontact some, or the possible r:fusal

of others to participate. On the other hand, investigators
Disposition of Samples and Results should consider the appropriateness of anonymizing

Dependin th stud b . b " m samples, especially when there is available medical inter'-
g on e y, su jecrs may e gIven e. .--

0 mln;TV t d . ifth b -_£ d f ventIon forme dIsorder beIng tested.ppo- --, 0 etermme ey w~nr to e IIllorme 0 the results of their testing. Subjecrs should be informed if .For research mvolvIn.g Identi.fiable samples, the mves-

th am I will b t d f 1 d b th Is 11gator should be reqUIred to recontaCt the sub J.eCtS to e s pee s ore or ater stu y, ut ey a o. -'.
n' ed to b t ld h t th . a1 th .bili . f obtaIn consent for new studies. However, anmvestI ga-e e 0 t a ere IS ways e pOSSI ty o. " -.

ge fail D .. 1 d di .. f ul tor may seek a Waiver based on the folloWIng crIterIa
o>..ora ure. eClSlons re are to sposmon 0 res ts f -CFR 46 116.
or samples after the subject's death should be specified 0 4:> ..

by rlie subject. (1) The research involves no more man n'Iinimal risk

In some .srodies rese.arr:hers Ina! ~ to disclos~ re- to the subjeCts;

sults to subj~Cts. ~ so, It ~s the obligatIon of me subjeCtS (2) The waiver or alteration will not adversely affeCt

to keep the mv~gator informe~ o~ how they may be the rights and welfare of the subjecrs;

~ontaCted. Inv.es11gators should mdicate to .study sub- (3) The research could not practicably be carried out

Jecrs that cenam results may not allow definIte answers without the waiver or alteration' and

until an an~ysis of the entire study has been co~pleted (4) Whenever appropriate, the subj::crs will be pro-

(and, sometImes, not even then). Under such orcu1Il- vided wirh additional pertinent information after

Stances, results cannot be communicated expeditiously. participation.

Subjecrs involved in studies where the samples are

idenrI.6ed or identifiable should indicate if their sample For research involving samples that retain identifiers,

should be used exclusively in the study U!lder consider- consent should be obtained. Waivers may be granted,

ation. If the sample is to be used more generally, subjeCtS although the waivers will be difficult to justify by the

should be given options regarding the scope of the subse- above criteria if identifiers are retained.

quent investigations, such as whether the sample can be

used only for a specific disease under investigation, or

for other unrelated conditions. It is inappropriate to Acknowledgments

ask a subjeCt to grant blanket consent for all future
peci£i d . h . d .Members of The Rapid Action Task Force on Informed

uns e genetIc researc projecrs on any Isease or
C Ed d R.. B M Cab M D Ph ~ ( ha " ). if th 1 "d ..:r: bl . m b onsent were war .c e, .., oli. C JI,

m any area e samp es are I enLilla e In ose su se- D f P d.. UCLA Sch I f M di .
Leslie.epartment 0 e Iamcs, 00 0 e CIne;

quent studies. Biesecker M.D. Narional Center for Human Genome Re--

Subjecrs involved in studies in which the samples are search Narional'fusrirutes of Health, Bethesda; Suzanne Cas-

idennned or identifiable should indicate if unused por- sidy, M.D., Center for Human Generics, Case Western Reserve

tions of the samples may be shared with other research- University School of Medicine, Cleveland; Aravinda Chakra-

ers. If the subjeCt is willing to have the sample shared varri, Ph.D., Depar=cnt of Gcnerics, Case Western Reserve

wirh other researchers, it is the responsibility of the prin- University School of Medicine, Oeveland; Wayne Grod~,

cipal inveStigator to distribute the sample;, so as to en- M.D., Ph.D, Depar=ent of.P.athoiO'fiY and Laboratory Medi-

sure that the agreement embodied in the informed con- cine~ U~ Scho<:>l of MediCIne; Eric Juengsr".Ph.I?, Center
. hdd F. 11 b. h uld d . d if of Biomedical Ethics Case Western Reserve UmversIty School

sent IS up .ma y, su Jecrs s 0 eCI e ... Kh M T"\ Ph~ D... fB :-'- De-
..of MediCIne; Mum ory, ~., oli., IVISIon 0 UL.U

subsequent researchers may receIve theIr samples as r: d D el 1D - bili". C r for DI.sease Con-
Iecrs an ev opmenta Isa tIes, en ers

anonymous or Identifiable spe~Imens rrol, Atlanta; Bartha Maria Knoppers, Ph.D., J.D., Center for

..Research in Pubiic Law, University of Montreal School of Law;
Retrospective Studies of Existing Samples Arno Morulsky, M.D., Departments of Medicine and Genet-

.ics University of Washington, Seattle. John A. Phillips III,We endorse the use of anonymous samples for genetIc ' ... f Gen - V d bil' U .. M edical ..M.D., DIVI$IOn 0 encs an er t mversity

research. Importantly, m retrospeCtIve research propos-: C N h .n .~ L
Ann 5 Ph D D e p amnent of Pe.

.enter, as VI e, lVl.. e pence, ..,

mg to use samples collected anonymously or anony- di . U .. f Caliform "a Irvm . e Medica l C-nter
.". amcs, DIverslry 0 " ~.

Inlzed, there IS no posSIb~, or need, to obtam consent.

For many studies, there may be benefits to making

identifiable samples anonymous, because this effectively R f... f h . ks f .e erences
protecrs subjeCts from some 0 t e rIS 0 genetIc re- -

search. Importantly'! making samples anonymous will ACMG (American College of Medical Generics) Storage of

eliminate the need for recontact to obtain informed con- Generics Materials Committee (1995) Statement on storage
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